
 

NEWBORN SCREENING CONFIRMED CASE REPORT 
PRIMARY PANEL OF 29 DISORDERS 

DOB 1/1/2008 – 12/31/2008 

Disorder Abbreviation 
 

Total 

Congenital Hypothyroidism CH 51 

Congenital Adrenal Hyperplasia (21-hydroxylase deficiency) CAH 5 

Sickle Cell Anemia Hb SS 8 

Sickle Beta Thalassemia Hb S/ßTh 0 

Sickle C Disease Hb S/C 1 

Biotinidase Deficiency BIOT 
1 

Galactosemia GALT 2 

Phenylketonuria PKU 2 

Maple Syrup Urine Disease MSUD 0 

Homocystinuria HCY 1 

Citrullinemia CIT 1 

Argininosuccinic Acidemia ASA 0 

Tyrosinemia Type 1 TYR I 0 

Carnitine Uptake Defect CUD 1 

Medium-chain Acyl-CoA Dehydrogenase Deficiency MCAD 4 

Very Long-chain Acyl-CoA Dehydrogenase Deficiency VLCAD 
0 

Long-chain 3-OH Acyl-CoA Dehydrogenase Deficiency LCHAD 
0 

Trifunctional Protein Deficiency TFP 
0 

Isovaleric Acidemia IVA 
0 

Glutaric Acidemia Type 1 GA I 
0 

Hydroxymethylglutaric CoA Lyase Deficiency HMG 
0 

3-Methycrotonyl CoA Carboxylase Deficiency 3MCC 
1 

Multiple Carboxylase Deficiency MCD 
0 

Methylmalonic Acidemia (mutase deficiency) MUT 
0 

Methylmalonic Acidemia (Cbl A,B) Cbl A,B 
0 

Propionic Acidemia PROP 
0 

Beta-Ketothiolase Deficiency BKT 
0 

Cystic Fibrosis CF 
14 

Hearing Loss HEAR 122 

TOTAL (92 bloodspot, 122 hearing)   214 

As of 4-23-2009 


